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A Characteristics of Genetic Creutzfeldt-Jakob Disease in Korea: 2017-2023, Journal of The
Korean Neurological Association 43(1):12-20, 2025(https://doi.org/10.17340/jkna.2024.0063)
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% 539, A% 4~11% FAsH A gD ¢F 13%E =HA|

- T8 WA A¥EdE 40~600(68%) = 60Tl Al 167, 40, 50t) 109, 70tH 8%, 80tH

- Y94 fA¥EE PI2L(16%, 302%), VISOL(13W, 245%), M232R(10%, 18.9%),
ks

E200K(7%, 18.9%), D178N(6™, 11.3%), V203114, 1.9%)
Table 1. AT WM Sis 5 ol FAIE SN EN
(b9l o, (%))
A 17 18 194 204 2144 2214 23
N=53 9 7 4 6 1 10 6
My = 24 (45.9 2 3 2 3 6 5 3
of 29 (54.7) 7 4 2 3 5 5 3
30~40Ch 13 (24.5) 1 2 2 2 2 2 2
A 50~60CH 26 (49.1) 5 3 0 3 7 6 2
70~80cH 14 (26.4) 3 2 2 1 2 2 2
P102L 16 (30.2) 1 1 2 3 4 3 2
V180l 13 (24.5) 2 1 1 1 2 3 3
P M232R 10 (18.9) 4 1 0 0 1 3 1
™ E200K 7 (13.2) 1 2 - 1 2 1 -
Di178N 6 (11.9 1 1 1 1 2 - -
V203 1(1.9 - 1 - - - - -

[0 848, ag32td M33%Y 38 £4(2017~2023)

- F8 A F4S prograssive demencia 79.2%, Cerebellar signs 64.2%, Psychiatric
symptoms(39.6%), Extrapyramidal signs(37.7%), Pyramidal signs(30~40%), Visual
signs(28.3%), Myoclonus(28.3%)

- 11 % Psychiatric symptoms©] /o] @G BT} 28] o] (p<.05), 50t #H, =

AE FE Al 50t HRF A Cerebellar signo] B} 2§ ztol& E . (p<.05).

(b9l A, (%)
oy W o
- ™A
TE (n=53) = of [ <50 >50 p-
(n=24) (n=29) wvalue (n=15) (n=38) value
prograssive demencia  42(79.2 17(70.8)  25(86.2) 170 15(100) 27(71.1) 455

(79.2)

Cerebellar s. 34(64.2) 13(54.2) 21(724) 269 12(80.0) 22(57.9) .009
Psychiatric s. 21(39.6) 6(25.0) 15(51.7) .048 3(20.0) 18(47.4) 140

. Extrapyramidal s. 20(37.7) 8(33.3) 12(41.4) 547 3(20.0) 7(18.4) 178
:':pii Myoclonus 18(34.0)  10(41.7) 8(27.6)  .281 3(20.0)  15(39.5) 274
T Visual s. 16(30.2) 6(25.00 10(34.5)  .454 5(33.3) 11(28.9) .338
Pyramidal s. 15(28.3) 8(33.3) 7(24.1) 679 5(33.3) 10(26.3) 469
Akinetic mutism 6(11.3)  3(125  3(10.3)  .805  2(13.3)  4(10.5) 460
Persistent painful 3(5.7) 14.2) 269  .669 0(0.0) 3(7.9) .309

O =3l S3¥Y8 | S4(2017~2023)

o

BAE FA%Y BT 54 54
P102L-2 prograssive demencia$} Cerebellar signs®] HlFo] 80% ol’d o= EX Ao,
Extrapyramidal signs, Pyramidal signs, Visual signs, Myoclonus 342 30%,
Psychiatric, Akinetic mutism®] 18%
V180l prograssive demencia Hl%©] 85%% 7H& &3l Psychiatric symptoms<
Z33te] Cerebellar, Extrapyramidal, Pyramidal signs©] 46%, Visual, Myoclonus,
Persistent painful sensory+ 20~30%, Akinetic mutism®] 10% W%
M232R-& prograssive demencia 70%, Psychiatric, Cerebellar, Extrapyramidal,
Pyramidal signs®] 20~40%
E200K+= prograssive demencia”} 85% ©]/3©]1 2™ Psychiatric symptoms©] 57%%
o0& FEl us
Akinetic mutism®] 20~40%, Pyramidal signs-< 10%

=93 Cerebellar, Extrapyramidal, Visual, Myoclonus. pain,

D178N-2 prograssive demencia, Cerebellar, Psychiatricol 67%, Visual, Myoclonus7]—
10% W<



O WYAP #4389 ¥ 98 2 ME 7|7y Ao
3o | HHAAM PRNP /86X SAHWO| &
- 27|24 w29 d¥gls PI02L 30~40t 75%, D178N-129M 50~60t) 67%, 1 <]
E200K, M232R, V180I, V2031= =% 50t o)A
- 24 A 3 EAE VIS P102L 29 o4k AE 50%, E200K, M232R 1%d mgH
AZE 60~70%, D178N-129M, V203l 23 ©]&} A= 60% I MZEWE| SN FHE HE2AEI-AEZo|2E-AIH 2 SEZ(Gerstmann -
Strussler-Scheinker Syndrome, GSS) &3 =9t 0|
[} o &
© BH4 fAel YA AN At P102L, P105L, A117V, G131V, F198S, D202N, Q212P, Q217R, M232T, 192bpi
- Brain MRI % DWI XE& FLAIRE E200K 85.7%, P1021, V180I, M232Rel Al LE AldMa|sts 538 S=0|xHE-ofZY 2 SoHo|
50~60%, D178N 33% ©] &} T183A, D178N-129V, V180l, V180I+M232R, T188A, E196K, E200K, V203l,
i} Ao 9% } o 9% 5 . . . .
EEG®] PSWC &2 E200K7F 429% 2 7H w=gtar 1 2] 40%th o] 3t R208H, V210I, E211Q, M232R, 96bpi, 120bpi, 144bpi, 168bpi, 48bpdel
- RT-QuIC %A E200K, M232RoIA 90~100%, P102L3} D178NelAM 60% L, O AAMESE EHE JIEM UM SHE 3Y Soluof
VIS0IE 23% =2 714 wgksul Mve] Blgo] T2 G138 nls] AuHos =gte
% g wok=e 9] Hlgo] th2 Aol uvls] gl Sk D178N-129M
Table 3. HelM FMEo E5YH ENM 2t g M PRP ol2 20[=2} #H FHHO|
(el: 2, (%)) Y145s
e MA  P102L  D178N V180l  M232R  E200K V203 o}, 7oLt ol o|EF Tz BE Sl
= n=53 n=16 n=6 n=13 n=10 n=7 n=1 H187R. 216bo]
progassve demenda 42(792) 13812 4667 11846) 7(700) 6@57) (100 » = 100D!
Cerebellar S. 32(60.4) 14(875)  4(667) 6(46.2)  4(40.0) 3(42.9  1(100) Ht, Zg|2 Hoz FAEX 22 MA-FA g 2H SHHOo|
Psychiatric S. 20@37.7)  3(188)  4(667) 6462  3(30.0) 4(57.1) . . .
ame EXtapyamidal S 18(40) 5313 2333 6462 3(300) 21286) I138M,  G142S,  QI60S, TIBBK,  M232R,:24bpi, 48bpi, 48bpi + 7IEt
= xp Pyramidal S. 16(30.2)  6(37.5) - 6462 200 1(143)  1(100) octapeptides ¥ 2| w2 2EI0|= x| &t
9SS Visual S. 15(28.3)  6(37.5) 1(167) 4(30.8) 2(20.0) 2(28.6) - . C s
Myoclonus 15083  5@315 1(167) 3@231) 3(300) 3(429) - AL eld, dddelsA REIL BE REA SAHO|
Akinetic mutism 6(11.3) 3(18.8) - 1(7.7) - 2(286) T188R, P238S
Persistent painful S.  3( 5.7) - 3(23.1) - - e o = N
" 30~ 40tk 13245 120750) 1333 - - - - oL Zeigoll S¥E F= HEY LEH SAUO|
ott oy 50~60CH 26(49.1)  4(250)  4(667) 4(30.8)  8(80.0) 6(85.7) - M129V
70~80th 14(26.4) - 969.2 22000 1(14.3)  1(100) o e : ot =
TEREIET 17(32.1) ~ 2333 4(308) 6600 5714 - A mE Yo g2 E AR aHe ohgy TE SHHol
NE 14 ~24 17(32.1) 6(37.5) 4(66.7 3(23.1) 3(30.00 2(8.6) 1(100) N171S, E219K, 24 bp deletion
712k 24 ofat 14(264)  8(50.0) 323.1) 10100 - - ) - i
7| EF(A =) 594) 2125 - 3023.1) - - - A Ego dEs FX g= g 2H FHO|
MR MF ploll  8(00)  2033) 992 66000 6(85.7) i PE8P, A117A, G124G, V161V, N173N, H177H, T188T, D202D, Q212Q,
JEEG EEG 13(40.6)  3(188)  0(0.0) 4(30.8)  3(30.0)  3(42.9) -
Fl et RT-QuIC 32(64.0) 9(56.3)  4(66.7) 3(23.1)  9(90.0)  7(100) - R228R, S230S
AR 14-3-3 29(59.2)  8(50.0)  1(167) 7(53.8)  7(70.0) 5(71.4)  1(100) : :
= European Centre for Disease Prevention and Control: https://www.ecdc.europa.eu/en/
* QAZANASE =) == Hg infectious—-diseases—public-health/variant-creutzfeldt-jakob-disease/eu-case-definition
o SAHYM-_AlGQl METL F 24327 J|F 2@ 0|4 FWXE 2@ OlA 0l Z&



